Table 3. Summary of Reported Mutations in PLP1

Exon

Base

Mutation

Residue

Amino Acid
Change !

Age of
Onset

Nystagmus

Mental
Retardation

Stridor

Spastic
paraplegia

Peripheral
Neuropathy

Speech

References

-31

C>T

Yes

Yes

Kawanishi et al
(1996) Hum
Mut 7:355

A>G

p-M1?(p.M1Vext206)

5 weeks

Yes

Yes

Yes

Yes

Plecko et al
(2003)
Neuropediatrics
34:127-36

T>C

p.M12(p.M1Text206)

Mimault et al
(1999) Am J
Hum Genet
65:360-9

G>A

p-M1?(p.M11ext206)

No

Yes

Yes

Yes

Yes

Sistermans et
al (1996) Hum
Genet 97:337

del G

p.fsG2X2

No

Yes

No

I+

Yes

Yes

Garbern et al
(1997) Neuron
19:205-18

44

C>T

15

P>L

Birth

Yes

Yes

Yes

No

No

I+

Zeman et al
(1964) J
Neuropath Exp
Neurol 23:334,
Trofatter et al
(1989) PNAS
86:9427,
Hodes et al
(1995) AUIMG
55:397-401

92

T>C

31

L>P

Cailloux et al
(2000) Eur J
Hum Genet
8:837-45




Base

Mutation

Residue

AminoAcid
Change !

Age of
Onset

‘Nystagmus

Mental

Retardation

Stridor

' Spastic
paraplegia

Peripheral
Neuropathy

‘Speech

References

94

T>G

32

F>V

3 weeks

Yes

Yes

Yes

No

Huygen et al
(1992) J Neurol
Sci113:17,
Verhagen et al
(1997) J
Neurol Sci
147:215

96

C>A

32

F>L

Cailloux et al
(2000) Eur J
Hum Genet
8:837-45

98

G>A

33

Cc>Y

Huabner et al
(2005) Hum
Mut 25:321-2

103

T>C

35

C>R

Hulbner et al
(2005) Hum
Mut 25:321-2

104

G>A

35

Cc>Y

Mimault et al
(1999) AmJ
Hum Genet
65:360-9,
Cailloux et al
(2000) Eur J
Hum Genet
8:837-45

115

G>A

39

A>T

Neonatal

Yes

No

No

Mimault et al
(1999) Am J
Hum Genet
65:360-9,
Cailloux et al
(2000) Eur J
Hum Genet
8:837-45,
Plecko et al
(2003)
Neuropediatrics
34:127-36




Exon

Base

Mutation

Residue

AminoAcid
Change !

Age of
Onset

‘Nystagmus

Mental
Retardation

Stridor

' Spastic

paraplegia

Peripheral
Neuropathy

‘Speech

References

128

C>T

43

T>I

<1

Yes

Yes

Yes

No

Dlouhy et al
(1993) J
Neuropath Exp
Neurol 52:331,
Dlouhy et al
(1995) Am J
Med Genet
58:70

137

T>C

46

L>P

6 months

Yes

Yes

No

Hodes et al
(1999) Am J
Med Genet
82:132-9;
Hobson,
unpublished

137

T>G

46

L>R

Birth

Yes

Yes

No

Osaka et al
(1999) Ann
Neurol 45:59

149

A>G

50

Y>C

Hubner et al
(2005) Hum
Mutat 25:321-2

152

T>C

51

F>S

Nave and
Boespflug-
Tanguy (1996)
The
Neuroscientist
2:33-43

173

A>G

58

Y>C

Cailloux et al
(2000) Eur J
Hum Genet
8:837-45;
Hobson,
unpublished




Exon

Base

Mutation

Residue

AminoAcid
Change !

Age of
Onset

‘Nystagmus

Mental
Retardation

Stridor

' Spastic

paraplegia

Peripheral
Neuropathy

‘Speech

References

179

A>G

60

Y>C

Mimault et al
(1999) Am J
Hum Genet
65:360-9;
Cailloux et al
(2000) Eur J
Hum Genet
8:837-45;
Hobson,
unpublished

Intron
2

191

+3A>T

Hubner et al
(2005) Hum
Mut 25:321-2

Intron
2

192

-2A>G

Yes

Yes

Yes

Yes

Cailloux et al
(2000) Eur J
Hum Genet
8:837-45, Shy
et al (2003)
Ann Neurol
53:354-65

220

G>A

74

G>R

<1

Yes

Yes

Yes

Doll et al
(1992) AUHG
51:161, Kaye
et al (1994)
Ann Neurol
36:916,
Mimault et al
(1999) Am J
Hum Genet
65:360-9,
Cailloux et al
(2000) Eur J
Hum Genet
8:837-45

226

G>C

76

A>P

Hulbner et al
(2005) Hum
Mut 25:321-2




Exon

Base

Mutation

Residue

AminoAcid
Change !

Age of
Onset

‘Nystagmus

Mental
Retardation

Stridor

' Spastic

paraplegia

Peripheral
Neuropathy

‘Speech

References

3 347

C>A

116

T>K

12
months

Yes

Yes

Yes

No

Yes

Nance et al
(1996)
Neurology
47:1333,
Hobson et al
(2005) Hum
Mutat Nov 14

3 351

del 351-497

118

p.T118_V166del

Yes

Yes

Yes

Feldman et al
(1990) Arch
Otolaryngol
Head Neck
Surg 116:613,
Kleindorfer et al
(1995) AUIMG
55:405

3 384

C>G

128

G>G

3 months

Yes

Yes

Pratt et al
(1992) AUMG
43:642

3 385

C>T

129

Q>X

Huabner et al
(2005) Hum
Mut 25:321-2

3 388

C>T

130

H>Y

Yes

Cailloux et al
(2000) Eur J
Hum Genet
8:837-45

3 409

C>G

137

R>G

Yes

No

No

No

No

Wang et al
(2005) J Cell
Biochem Nov
15

3 409

C>T

137

R>W

Wang et al
(2005) J Cell
Biochem Nov
15

3 410

del G

137

p.R137fsX8

Yes

Cailloux et al
(2000) EurJ
Hum Genet
8:837-45




Exon

Base

Mutation

Residue

AminoAcid
Change !

Age of
Onset

‘Nystagmus

Mental
Retardation

Stridor

' Spastic

paraplegia

Peripheral
Neuropathy

‘Speech

References

418

C>T

140

H>Y

1yrto 10
yr

Yes

+

No

Yes

Yes

Bonneau et al
(1993) J Med
Genet 30:381,
Saugier-Veber
et al (1994) Nat
Genet 6:257,
Wang et al
(2005) J Cell
Biochem Nov
15

430

A>T

144

K>X

Bartholomew &
McClellan
(1998) Hum
Mutat 12:220

434

G>A

145

W>X

>2

No

Yes

No

+

No

Yes

Osaka et al
(1995) BBRC
215:835,
Hodes et al
(1997) AUIMG
69:121

441

A>T

147

G>G

<1

Yes

I+

No

No

Pratt et al
(1991) AJHG
49:416

442

C>T

148

H>Y

15-18

Yes

Yes

No

Yes

+

Yes

Sambuughin et
al (1998)
ASHG
63:A383,
Sambuughin et
al (1999) Ann
Neurol 45:680-
3

442

C>T

148

H>Y

Hulbner et al
(2005) Hum
Mut 25:321-2

446

C>T

149

P>L

Pretorius et al
(2005) J Dev
Phys Dis
17:173;
Hobson,
unpublished




Exon

Base

Mutation

Residue

AminoAcid
Change !

Age of
Onset

‘Nystagmus

Mental
Retardation

Stridor

' Spastic

paraplegia

Peripheral
Neuropathy

‘Speech

References

Intron3

453

+2T>C

4 months

Yes

No

Hobson et al
(2000)
Neurology
55:1089,
Hobson et al
(2005) Hum
Mutat Nov 14

Intron
3

453

+4 A>G

Hobson et al
(2000)
Neurology
55:1089

Intron
3

453

+7A>G

Huabner et al
(2005) Hum
Mut 25:321-2

Intron
3

453

del +28_+46

16 mo

Yes

Yes

No

Yes

No

Yes

Hobson et al
(2000)
Neurology
55:1089,
Hobson et al
(2002) Ann
Neurol 52:477-
88, Hobson et
al (2005) Hum
Mutat Nov 14

453

G>A

151

K>K

Hobson et al
(2005) Hum
Mutat Nov 14

453

G>C

151

K>N

<1

Yes

Yes

No

No

Bridge et al
(1992) AUHG
51:209,
Hobson et al
(2005) Hum
Mutat 2005
Nov 14

453

G>T

151

K>N

Birth

Yes

Yes

Yes

No

No

Pratt et al
(1995)
Neurology
45:394,
Hobson et al
(2005) Hum
Mutat Nov 14




Exon

Base

Mutation

Residue

AminoAcid
Change !

Age of
Onset

‘Nystagmus

Mental
Retardation

Stridor

' Spastic

paraplegia

Peripheral
Neuropathy

‘Speech

References

Intron
3

454

-1G>T

Strautnieks et
al (1993) Hum
Mol Genet
2:2191,
Cailloux et al
(1996) Arch
Pediatr 3:1292,
Cailloux et al
(2000) Eur J
Hum Genet
8:837-45

Intron

454

-2A>G

Yes

Yes

Cailloux et al
(1996) Arch
Pediatr 3:1292;
Cailloux et al
(2000) Eur J
Hum Genet
8:837-845;
Hobson,
unpublished

467

C>T

156

T>

Few

months Yes

Yes

No

Yes

Statz et al
(1981)
Neuroradiology
22:103,
Boltshauser et
al (1988) Hum
Genet 80:393,
Weimbs et al
(1990) Biol
Chem Hoppe-
Seyler
371:1175, Pratt
et al (1991)
AJMG 38:136

481

481_-482 dupGT

162

p.V162LfsX37

Hulbner et al
(2005) Hum
Mut 25:321-2

485

T>A

162

V>E

Hulbner et al
(2005) Hum

Mut 25:321-2




Exon

Base

Mutation

Residue

AminoAcid
Change !

Age of
Onset

‘Nystagmus

Mental
Retardation

Stridor

' Spastic

paraplegia

Peripheral
Neuropathy

‘Speech

References

487

T>C

163

W>R

Birth

Yes

Yes

Yes

+

I+

Koeppen et al
(1986) Ann
Neurol 21:159,
Hudson et al
(1989) PNAS
86:8128

488

G>T

163

W>L

First year

Yes

Yes

No

Yes

No

Yes

Koizume et al
(2006)
Neuroscience
141:1861-9

497

T>A

166

V>E

<1 year

Yes

Yes

Yes

I+

No

Maenpaa et al
(1990) Clin
Genet 37:141,
Pratt et al
(1993) AJHG
52:1053

497

T>G

166

V>G

2 weeks

Yes

No

No

No

No

Yes

Hodes et al
(1999) Am J
Med Genet
82:132-9

505

T>C

169

C>R

Mimault et al
(1999) Am J
Hum Genet
65:360-9

508

T>C

170

S>pP

Huabner et al
(2005) Hum
Mutat 25:321-2

509

C>T

170

S>F

<1

No

Yes

No

Yes

I+

Hodes (1998)
AJMG 75:516

511

511-519 del

171

p.A171_P173del

Bridge &
Wilkins (1992)
AJHG 51:209

515

T>C

172

V>A

birth

Yes

Sistermans et
al (1998)
Neurology
50:1749

517

C>T

173

P>S

Huabner et al
(2005) Hum
Mutat 25:321-2




Exon

Base

Mutation

Residue

AminoAcid
Change !

Age of
Onset

‘Nystagmus

Mental
Retardation

Stridor

' Spastic

paraplegia

Peripheral
Neuropathy

‘Speech

References

524

A>G

175

Y>C

Mimault et al
(1999) Am J
Hum Genet
65:360-9,
Cailloux et al
(2000) Eur J
Hum Genet
8:837-45

543

G>T

181

W>C

Yes

Mimault et al
(1999) Am J
Hum Genet
65:360-9,
Cailloux et al
(2000) Eur J
Hum Genet
8:837-45

544

A>C

182

T>P

<1

Yes

Yes

Yes

Strautnieks et
al (1992) AJHG
51:871

548

C>A

183

T>N

Mimault et al
(1999) AmJ
Hum Genet
65:360-9,
Cailloux et al
(2000) Eur J
Hum Genet
8:837-45

560

T>C

187

>T

1-4
years

Yes

I+

No

Yes

Yes

Johnston &
McKusick
(1962) AUJHG
14:82, Ginter et
al (1974) Birth
Defects OAS
10:334
Kobayashi et al
(1994) Nat
Genet 7:351,
Naidu (1997) J
Inherit Metab
Dis 20:811




Exon

Base

Mutation

Residue

AminoAcid
Change !

Age of
Onset

‘Nystagmus

Mental
Retardation

Stridor

' Spastic

paraplegia

Peripheral
Neuropathy

‘Speech

References

586

586 - 587 del
(AG)+ 589 C

196

p.S196fs

Pham-Dinh et
al (1993) Hum
Mol Genet
2:465, Cailloux
et al (2000) Eur
J Hum Genet
8:837-45

607

G>A

203

D>N

Nave &
Boespflug-
Tanguy, (1996)
The
Neuroscientist
2:33-43,
Cailloux et al
(2000) Eur J
Hum Genet
8:837-45

607

G>C

203

D>H

Doll et al
(1992) AUHG
51:161

608

A>G

203

D>G

Mimault et al
(1999) AmJ
Hum Genet
65:360-9,
Cailloux et al
(2000) Eur J
Hum Genet
8:837-45

608

A>T

203

D>V

Birth

Yes

Yes

Yes

Nagao et al
(1998) ASHG
63:A376,
Nagao et al
(1998) J Hum
Genet 43:206-8




Exon

Base

Mutation

Residue

AminoAcid
Change !

Age of
Onset

‘Nystagmus

Mental
Retardation

Stridor

' Spastic

paraplegia

Peripheral
Neuropathy

‘Speech

References

609

T>A

203

D>E

Mimault et al
(1999) AmJ
Hum Genet
65:360-9,
Cailloux et al
(2000) EurdJ
Hum Genet
8:837-45

613

A>G

205

R>G

Yes

Yes

Sistermans et
al (1998)
Neurology
50:1749

620

A>G

207

Y>C

birth

Yes

Yes

Yes

Bridge et al
(1991) AJHG
51:A209,
Sistermans et
al (1998)
Neurology
50:1749

Intron
4

622

+1 G>A

Early
childhood

Yes

Yes

Yes

Yes

Yes

Vaurs-Barriere
et al (2003)
Ann Neurol
54:769

626

T>A

209

V>D

Birth

Yes

No

Inoue et al
(1997)
Neurology
48:283

629

T>A

210

L>H

Mimault et al
(1999) Am J
Hum Genet
65:360-9

630

delC

211

p.P211>HfsX25

Hubner et al
(2005) Hum
Mut 25:321-2

632

C>T

211

P>L

Birth

Yes

No

Inoue et al
(1997)
Neurology
48:283




Exon

Base

Mutation

Residue

AminoAcid
Change !

Age of
Onset

‘Nystagmus

Mental
Retardation

Stridor

' Spastic

paraplegia

Peripheral
Neuropathy

‘Speech

References

634

T>C

212

W>R

Mimault et al
(1999) Am J
Hum Genet
65:360-9,
Cailloux et al
(2000) Eur J
Hum Genet
8:837-45

646

C>G

216

P>A

Cailloux et al
(2000) Eur J
Hum Genet
8:837-45

646

C>T

216

P>S

<1

Yes

Gencic et al
(1989) AUHG
45:435

647

C>T

216

P>L

No

Yes

Yes

Lee et al
(2004) J Neurol
Sci 224:83-7

649

G>A

217

G>S

Birth

Yes

Yes

No

Otterbach et al
(1993) Biol
Chem Hoppe-
Seyler 374:75,
Pratt et al
(1995) AUIMG
55:402

655

G>T

219

V>F

<1

Yes

Yes

No

Yes

No

Yes

Pham-Dinh et
al (1991) PNAS
88:7562;
Hobson,
unpublished

659

G>A

220

c>Y

Yes

Yes

Yes

Osaka et al
(1999) Ann
Neurol 45:59

661

G>T

221

G>C

Birth

Yes

Yes

Yes

No

No

lwaki et al
(1993) Hum
Mol Gen 2:19

663

del C

221

p.G221fsX4

Matsumura et
al (2001) Hum
Mut 17:80




Exon

Base

Mutation

Residue

AminoAcid
Change !

Age of
Onset

‘Nystagmus

Mental
Retardation

Stridor

' Spastic

paraplegia

Peripheral
Neuropathy

‘Speech

References

670

C>A

224

L>I

2 weeks

Yes

Yes

Yes

No

Yes

Hodes et al
(1999) Am J
Med Genet
82:132-9

671

T>C

224

L>P

<1

Yes

Yes

Yes

Strautnieks et
al (1992) AJHG
51:871

674

T>C

225

L>P

Hulbner et al
(2005) Hum
Mut 25:321-2

676

T>C

226

S>p

First
decade

No

No

No

Yes

No

Cambi et al
(1995) Arch
Neurol 52:665-
9, Cambi et al
(1996)
Neurology
46:1112

683

G>A

228

Cc>Y

<1 year

Yes

Yes

Yes

Lopez-Pison et
al (1999) Rev
Neurol 29:429-
32, Mimault et
al (1999) Am J
Hum Genet
65:360-9,
Cailloux et al
(2000) Eur J
Hum Genet
8:837-45

Intron
5

696

+2T>C

219-232

del

2-3
months

Yes

Yes

Yes

Yes

Aoyagi et al
(1999) Ann
Neurol 46:112-
5

Intron
5

696

+2 T>G

Birth

Yes

Yes

No

Osaka et al
(1999) Ann
Neurol 45:59




Exon

Base

Mutation

Residue

AminoAcid
Change !

Age of
Onset

‘Nystagmus

Mental
Retardation

Stridor

' Spastic

paraplegia

Peripheral
Neuropathy

‘Speech

References

Intron
5

697

-1 G>A

Mimault et al
(1999) Am J
Hum Genet
65:360-9,
Cailloux et al
(2000) Eur J
Hum Genet
8:837-45

700

C>T

234

Q>X

<>1

Yes

No

No

Yes

No

+

Bond et al
(1997) AUIMG
71:357

701

A>C

234

Q>P

Mimault et al
(1999) Am J
Hum Genet
65:360-9,
Cailloux et al
(2000) Eur J
Hum Genet
8:837-45,
Cailloux et al
(2003) Arch
Neurol 60:268-
72

710

T>C

237

F>S

Yes

Yes

Yes

Donnelly et al
(1996) Hum
Mutat 8:384

716

T>C

239

L>P

Huabner et al
(2005) Hum
Mutat 25:321-2

724

G>C

242

A>P

2 months

Yes

Yes

No

Kawanishi et al
(1997) Hum
Mutat 9:475

724

insTT

241

p.1241fsX17

Cailloux et al
(2000) Eur J
Hum Genet
8:837-45

728

C>A

243

A>E

Birth

Yes

Yes

Yes

No

Seeman et al
(2002) Int J Mol
Med 9:125-9




Exon

Base

Mutation

Residue

AminoAcid
Change !

Age of
Onset

‘Nystagmus

Mental
Retardation

Stridor

paraplegia Neuropathy

References

728

C>T

243

A>V

4 months

Yes

Yes

Yamamoto et al
(1998) AUMG
75:439-40

737

G>A

246

G>E

Mimault et al
(1999) Am J
Hum Genet
65:360-9,
Cailloux et al
(2000) Eur J
Hum Genet
8:837-45

737

G>C

246

G>A

Huabner et al
(2005) Hum
Mutat 25:321-2

739

G>A

247

A>T

Birth

Yes

Yamamoto &
Nanba (1999)
Hum Mutat #63
online

743

C>A

248

A>E

Sistermans et
al (1999) Hum
Genet 104:195

745

G>C

249

A>P

Birth

Yes

Yes

Yes

Pratt et al
(1995) Clin
Genet 47:99

758

C>T

253

S>F

Birth

Yes

Yes

Yes

Hodes et al
(1998) Clin
Genet 54:248-9

Intron
6

762

+1 G>A

Cailloux et al
(2000) Eur J
Hum Genet
8:837-45

Intron
6

762

+2T>C

Cailloux et al
(2000) Eur J
Hum Genet
8:837-45




Exon

Base

Mutation

Residue

AminoAcid
Change !

Age of
Onset

‘Nystagmus

Mental
Retardation

Stridor

' Spastic

paraplegia

Peripheral
Neuropathy

‘Speech

References

Intron
6

762

+3 G>T

233 -
254

p.F233_L254del

<1 year

Yes

Yes

No

No

No

No

Hobson (2000)
55:1089-96
[originally
Carango et al
(1995) Ann
Neurol 38:610-
7], Southwood
et al (2002)
Neuron 36:585

762

G>T

254

L>L

Yes

No

No

Yes

No

Yes

Hulbner et al
(2005)
Neuroscience
132:697-701,
Huabner et al
(2005) Hum
Mutat 25:321-2

775

259

p.1259F SfsX11

Birth

Yes

No

Kurosawa et al
(1993) Hum
Mol Genet
2:2187

All

Deletion

1yr

+

Yes

Yes

Yes

Yes

Raskind et al
(1991) AJHG
49:1355

All

Dup Xq26

2 months

Yes

Yes

Yes

Woodward et al
(1998) AJHG
63:394A,
Hodes et al
(2000) AJHG
67:14-22




Exon

Base

Mutation

AminoAcid

Residue Change 1

Age of
Onset

‘Nystagmus

Mental
Retardation

Stridor

' Spastic

paraplegia

Peripheral
Neuropathy

‘Speech

References

All

Duplication

2 weeks -
6 months

Yes

Yes

No

No

I+

Watanabe et al
(1973) J
Neuropath &
Exp Neurol
32:313, Inoue
et al (1995)
Nerve Brain
Dev 17:175,
Dlouhy &
Hodes (1996)
AJHG 222,
Inoue et al
(1996) AJHG
59:32,
Woodward
(2005) AJHG
77:966

All

Duplication

(microscopically

visible)

Birth

Yes

Yes

Cremers et al
(1987) Hum
Genet 77:23

All

Duplication Xp22

6 months

Yes

Yes

Yes

Hodes et al
(2000) AJHG
67:14-22

All

Duplication, inv
(X)(p11.4922.1)

Zackai et al
(1997) AUHG
59:A144

All

inv(X)(p11.4922.1

Birth

Yes

+

Yes

Hodes et al
(2000) AJHG
67:14-22

All

Quintuplication

Birth

Yes

Wolf et al
(2005) Brain
128:743-51
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Age of
Onset

‘Nystagmus

Mental
Retardation

Stridor

' Spastic

paraplegia

Peripheral
Neuropathy

‘Speech

References

All

Triplication

Birth

Yes

Yes

Yes

No

Ellis & Malcolm
(1994) Nat
Genet 6:333,
Harding et al
(1995)
Neuropath &
App Neurobiol
21:111, Giraud
(1996) Arch
Pédiatr 3:1289,
Wolf et al
(2005) Brain
128:743-51

Reference gene number: NM_000533.3
1. Predicted mutation effect




